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Normal Function

The SPAST gene provides instructions for producing a protein called spastin, which is
a member of the AAA protein family. This protein family plays a role in many cellular
activities, including regulation of cell components and proteins. Spastin is found
throughout the body, particularly in certain nerve cells (neurons). The spastin protein
plays a role in the function of microtubules, which are rigid, hollow fibers that make
up the cell's structural framework (the cytoskeleton). Microtubules are also involved in
transporting cell components and facilitating cell division. Spastin likely helps restrict
microtubule length and disassemble microtubule structures when they are no longer
needed.

Health Conditions Related to Genetic Changes

spastic paraplegia type 4

More than 240 mutations in the SPAST gene have been found to cause spastic
paraplegia type 4. Most of these mutations alter the structure or disrupt the
production of spastin, impairing its ability to regulate microtubules. The inability of
the microtubules to transport cell components, especially in nerve cells, is thought to
contribute to the major signs and symptoms of spastic paraplegia type 4.

Mutation in the SPAST gene account for approximately 40 percent of autosomal
dominant hereditary spastic paraplegias.



Chromosomal Location

Cytogenetic Location: 2p22.3, which is the short (p) arm of chromosome 2 at position
22.3

Molecular Location: base pairs 32,063,551 to 32,157,637 on chromosome 2 (Homo
sapiens Annotation Release 108, GRCh38.p7) (NCBI)

Credit: Genome Decoration Page/NCBI

Other Names for This Gene

• ADPSP

• FSP2

• KIAA1083

• SPAST_HUMAN

• spastic paraplegia 4 (autosomal dominant; spastin)

• SPG4

Additional Information & Resources

GeneReviews

• Spastic Paraplegia 4
https://www.ncbi.nlm.nih.gov/books/NBK1160

Scientific Articles on PubMed

• PubMed
https://www.ncbi.nlm.nih.gov/pubmed?term=%28%28SPAST%5BTIAB%5D
%29+OR+%28spastin%5BTIAB%5D%29+OR+%28SPG4%5BTIAB%5D
%29%29+AND+%28%28Genes%5BMH%5D%29+OR+%28Genetic+Phenomena
%5BMH%5D%29%29+AND+english%5Bla%5D+AND+human%5Bmh%5D+AND+
%22last+1080+days%22%5Bdp%5D
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OMIM

• SPASTIN
http://omim.org/entry/604277

Research Resources

• Atlas of Genetics and Cytogenetics in Oncology and Haematology
http://atlasgeneticsoncology.org/Genes/GC_SPAST.html

• ClinVar
https://www.ncbi.nlm.nih.gov/clinvar?term=SPAST%5Bgene%5D

• HGNC Gene Family: AAA ATPases
http://www.genenames.org/cgi-bin/genefamilies/set/413

• HGNC Gene Symbol Report
http://www.genenames.org/cgi-bin/gene_symbol_report?q=data/
hgnc_data.php&hgnc_id=11233

• NCBI Gene
https://www.ncbi.nlm.nih.gov/gene/6683

• UniProt
http://www.uniprot.org/uniprot/Q9UBP0
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